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SUMMARY
Birt-Hogg-Dubé ?BHD? syndrome is a rare disorder 
inherited in an autosomal dominant manner. The 
affected patients are predisposed to the development of 
cutaneous fibrofolliculomas, renal cell tumors and lung 
cysts with recurrent pneumothorax. 
In the present study we investigated lung cysts in 
a patient who had no familial history of pneumothorax 
and renal tumors. Distinctive histopathology of the 
resected lung tissue indicated that the possible mutation 
of BHD gene should be investigated. Genomic DNA 
analysis identified an aberrantly repeated sequence tag 
in BHD gene, confirming that the cysts formation was 
attributable to BHD syndrome. These lung cysts were 
shown to be clearly distinctive on histopathology from 
those of other types of bullous changes.
In this review, we summarize current understanding 
of BHD syndrome with special attention to the 
pathophysiology of lung cysts formation. 
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